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Universal Neonatal Hearing Screening (UNHS) is mandatory in the state of São Paulo and it has 
been performed as a routine in all public hospitals from “Rede de Proteção Mãe Paulistana” in 
the city of São Paulo, since october, 2010. – e aim of this study was to de ne the contribution 
of genetic hearing loss in the sample of newborns who failed the neonatal screening and had 
the diagnosis of hearing loss con rmed in high complexity reference centers for hearing, 
namely DERDIC/Centro Audição na Criança da PUC-SP, Universidade Federal de São Paulo 
(UNIFESP), Núcleo Integrado de Saúde Auditiva Penha/PMSP and Hospital Central da 
Irmandade de Santa casa de Misericórdia de São Paulo. After diagnosis con rmation, all 
newborn children with sensorineural hearing loss and their families were invited to participate 
in the study. - e present sample includes 24 children from 23 unrelated families. Clinical and 
genealogical anamneses were performed and blood samples were collected for molecular 
studies. - e following mutations were screened in all samples: c.35delG and c.167delT 
mutations in the Connexin 26 gene (GJB2), ΔD13S1830 and ΔD13S1854 deletions near the 
Connexin 30 (GJB6) gene and the A1555G mutation in the mitochondrial gene MT-TRN1 
(ribosomal RNA unit 12S). Genetic etiology was found in four probands (17,4%): one girl had 
the mutation c.35delG in homozygosis, one pair of twins had the diagnosis of Waardenburg 
syndrome type I, based on clinical  ndings, and in two probands, born to consanguineous 
parents, autosomal recessive inheritance was inferred. Among the remaining cases, twelve 
(52,2%) were explained by environmental risk factors and seven (30,4%) were idiopathic. In 
addition to con rming the e ectiveness of molecular tests in revealing cases with genetic 
etiology, our study clearly shows the importance of genetic anamnesis and clinical evaluation, 
with the aim of etiologic diagnosis and genetic counseling in hearing loss.  
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